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Newborn Screening Advisory Committee Meeting Minutes
Wednesday, July 9, 2025: 4:00 – 6:00 PM.
Held: Virtually via ZOOM



Members in Attendance: Karen McAlmon, MD (Chair), Nicolas Epie, PhD, Catherine (Katie) Brown, DVM, MSc, MPH, Geoffrey Binney, MD, MPH, Anne Comeau, PhD, Henry Dorkin, MD, Monica Liao Chang, MD, Dallas Reed, MD, Inderneel Sahai, MD, Yvonne Sheldon, BSN, RN, MS, Richard Parad, MD, MPH, Olaf Bodamer, MD, PhD, Christie Higuera, MEd 
Department of Public Health and New England Newborn Screening Program Staff in Attendance: H. Dawn Fukuda, ScM, Mahsa Yazdy, PhD, James Ballin, Esq, Roger Eaton, PhD, Thera Meehan, Zakaria Ahmed- Gas, Dylan Tierney, MD, Katja Gerhardt, Nicole Roos, Tresa Glover-Smith; Jamie Hale, MS;  Devinder Kaur, PhD; Binod Kumar, PhD 

Guests: Lesa Brackbill, Elizabeth Bostic, Emilia Wilburn, Ann Delaney, Dean Suhr, Carline N. Villaruz, T. Leete

Speakers: Hanna Malik, Anna Grantham, Kimberly Place, Maria Kefalas, Sarah Cornell

Determination of Quorum: Confirmed, therefore committee was able to begin meeting.

Welcome and Introductions:
Dr. McAlmon welcomed all to the meeting and introductions were completed. There were thirteen guests in attendance.  Five spoke during the listening session at the end of topic discussions. 

Approval of Minutes 
The minutes from the prior meeting held on April 9, 2025, were approved.
Vote: 11-Yes, 0-No, 0-Abstain
[bookmark: _Int_BOJuAf43]April 9, 2025 Meeting Minutes are posted on the NBSAC Web Page at https://www.mass.gov/orgs/massachusetts-newborn-screening-advisory-committee 

Pilot Screening Disorders
Dr. Sahai provided a brief review of the initial experience with screening for the two new pilots (GAMT and MPSII) and with the implementation of Glycosaminoglycans (GAGs) in the second tier of screening for the MPS disorders.
Updates on Newborn Screening Algorithms (MPSI & MPSII) by Dr. Sahai
· New profiling indices and algorithms for MPS screening are being developed.  Implementation awaiting data system processes.
· For MPSII, a new protocol assigns a subset of I2S enzyme results that get sent for both GAG testing and sequencing.  Another subset go to only GAG testing and then sends out sequencing for when GAG results are positive. A recent male infant screened positive, but follow-up testing suggests it may not be clinically significant.
· For MPSI, the protocol was updated: samples with enzyme activity <7.5% now trigger both GAGs and sequencing; 7.5–15% triggers GAGs only, and further steps depend on those results.
· Most recent cases have yielded negative GAG results; some sequencing revealed pseudo-deficiency or pathogenic alleles.


Questions Raised in discussion:
· What is the difference in the number of babies screened for each disorder? 
· What percentage of birth parents have agreed to pilot screens?
· Answers to these questions will be provided at the next meeting.


GAMT Screening Parameters: 
· Current markers include guanidinoacetate and creatinine, though creatinine is not considered useful. 
· Arginine not currently used but may be added based on further findings. 

Discussion: 
· Creatinine increases false positives, especially in preterm infants or those on TPN. 
· Potential for refining markers for better specificity.

Discussion of Pilots and Screens
There were comments and questions by Committee members and some of the guests which were addressed.  

Krabbe Presentation by Dr. Sahai:
· Krabbe disease (globoid cell leukodystrophy) is caused by GALC gene mutations, affecting myelin in the CNS and PNS.
· Two main forms: Early infantile (85-90%) and late onset; early infantile form is rapidly progressive and fatal within 2 years without treatment.
· Genotype-phenotype correlation is limited; many variants are of unknown significance (VUS).
· Screening uses enzyme activity as a first tier, with psychosine and sequencing as second/third tiers.
· US prevalence is estimated at 1:100,000 births.

Treatment & Outcomes:
· Early stem cell transplant improves survival but does not prevent all disability; must be done within 30–45 days of birth. 
· Data from multiple states show low positive predictive value; psychosine as a second-tier marker improves specificity but can miss some affected infants.

Questions Raised in Discussion:
· How many Krabbe cases are seen in Massachusetts?  
· What is the best marker for screening (psychosine vs. 30kb deletion)?
· How should VUS findings be managed clinically?
· Should screening focus only on early infantile form or also late-onset?

Decisions/Actions:
· Further data to be gathered from the Guardian study and other state programs.
· Subject matter experts to be invited to future meetings. We had parent representatives in today’s listening session.
· Consideration of reporting practices for psychosine data (quantitative vs. positive/negative).


Listening Session:

Five guests requested to speak at the listening session.

Hina Malik
I lost my son to Krabbe disease which is a rare neurodegenerative disease. He died at the age of 2 in 2014. Massachusetts does not screen for Krabbe disease hence my son had no chance of being treated in a timely manner as his symptoms were far too advanced by the time he was diagnosed. I want a different future for kids born with this disease in this state. Every child deserves a chance! I am also a physician myself and a board member for an organization called Krabbe Connect which is striving to bridge the gap in medical knowledge for Krabbe and help families navigate this horrific disease. In extra time Hina shared a picture of two brothers diagnosed with Krabbe of which one was diagnosed at birth and underwent a transplant and is now a thriving teenager, this is the impact newborn screening has on the lives of families. 

Anna Grantham, Hunter’s Hope Foundation
Thank you for the opportunity to speak and for the careful consideration of including Krabbe Disease in Massachusetts Newborn Screening Program. Babies diagnosed with Krabbe Disease who are not diagnosed in time for treatment die an early agonizing death. Krabbe disrupts every functioning system in the body and 100 percent of these children die within their second year of life. No child should suffer from this disease when there is effective NBS screening and treatment available. NBS for Krabbe improves length and quality of life for impacted children and quality of life for family members as well. Children who are diagnosed early and treated are spared suffering and live a quality life. These children go to school and are independent, smile, love and play with family and friends. I urge you to move forward with approving Krabbe disease to be included in the NBS program in Massachusetts.

Kimberly Place
Our son appeared to be a healthy baby boy at birth. As first-time parents we were looking forward to all our hopes and dreams. At 3 months old, our son began to lose milestones. After multiple misdiagnoses, he was diagnosed with Krabbe disease at 5 months of age. Because of the delay in correct diagnoses the damage that was already done was irreversible and would only get worse. Our son would continue to suffer and rapidly lose milestones until he lost all basic involuntary function. Babies that are diagnosed through NBS or family history do have the chance to undergo a blood stem cell transplant in the first 30 days of age. If properly diagnosed these children’s lives are extended by decades. Their cognitive and social development are normal. They can gain developmental milestones, social sitting/standing, communication, vision and hearing are normal, and seizures do not occur. Our child suffered so much pain from this disease, and I cannot stress enough of how difficult it is to watch. By providing this simple screening test to the NBS program it can save a child and family from suffering as our child did. It is critical that Massachusetts passes this for NBS.

Maria Kefalas
My name is Maria Kefalas and while I don't currently live in the great state of Massachusetts, I was born at St Elizabeth Hospital and spent the first 25 years of my life in Massachusetts, and my family still lives there. I am here as I've been a patient parent advocate for MLD for the last 12 years and I'm here to urge the officials in my home state to move as quickly as possible to consider the inclusion of MLD metachromatic leukodystrophy in the state's newborn screening panel. MLD is a devastating disorder caused by a pathogenic mutation in the ARSA gene. With the faulty gene, waste products accumulate in the cells, causing catastrophic damage to the brain and central nervous system. Children diagnosed with MLD, the most common form of the disease, lose the ability to walk, sit up, talk and feed themselves within 90 days of symptom onset. But after 20 years of work, on March 18, 2024, the FDA approved transformative and curative gene therapy. We have a highly effective newborn screening assay that has already identified five infants and resulted in their treatment in the EU and England. There has not been a single false positive. This gene therapy is one of the most durable and transformational commercially available gene therapies on the market. The oldest U.S. patient is Giovanni Price. He is 15 years old, 6ft tall, loves the Minnesota Vikings and according to his mom Amy, can cook a perfect grilled cheese sandwich. His classmates and teachers have no idea that by the age of five he should have been paralyzed, non-verbal, feeding tube dependent and near death. When Giovanni spoke at the ACHDNC when MLD was up for consideration at RUSP, the ACHDNC members had to adjourn for five minutes to compose themselves because they had never seen an MLD child with the LI variant who could stand before them and walk and speak without any medical intervention. Because the genomic revolution led by scientists and doctors on this call right here in Massachusetts, we now have a curative therapy that has made MLD a preventable and non-fatal disorder. Please take the first step to create a world where we can do more than cure our children of this horrifying disease. We can actually prevent them from ever getting sick.

Sarah Cornell
My 12-year-old daughter Cora has MLD, and I want to give you her example as a local example in Massachusetts. But I also think it's a good example of the most exceptional, lucky and privileged cases. And I think what's important to keep in mind is that if this is what luck and privilege looks like, that just underscores how desperately MLD requires early diagnosis through newborn screening, which is the only path to a better treatment. I was born and raised in Massachusetts, and my husband and I were thrilled to return to our home state as state employees. Him at UMass Med, me at UMass Amherst when I was pregnant with Cora. But our joy soon turned to terror as Cora began to display early MLD symptoms. We began our formal diagnostic journey at 15 months old. We consulted Boston Children’s, we were at Mass General, we went to Johns Hopkins, we went to the University of Chicago. But we didn't get a diagnosis until she was two and a half years old. But miraculously, Cora was still what qualifies as pre symptomatic. She was eligible for that gene therapy you just heard Maria talk about, which was still in clinical trials. The problem was there were too many kids, so they couldn't transplant her right away. We would have had to wait at least a year.  And her disease was progressing. The clock was ticking. We didn't have that time. So, we underwent a traditional transplant with a poor donor match with severe complications. She was hospitalized for a full year after that. Her transplant saved her, actually. Her central nervous system improved. It's like unheard of. And there's so much joy and laughter and love and progress and development. We're so grateful for that, I have to say that. But it also left her with graft versus host disease. She has osteoporosis. She has a permanent immunodeficiency. She cannot make antibodies; her ovarian function was destroyed. And more has happened a year ago today, tonight actually. Cora got out of bed for a drink of water, she fell and she broke her hip. That initial break was followed by a series of devastating fractures. So today I'm full of thoughts about lasts. The last time she walked, the last time she rode a horse with her friends or went a week without multiple medical appointments and tests. But you know, thinking of what ifs is actually worse than thinking of last. What if Cora had been diagnosed via newborn screening in the state of Massachusetts? What if she had received therapy? What would her life have been like? What would my life be like? My husband's? What could we have given to our community? So, you know, today, instead of thinking about what ifs and lasts, I want to think about firsts and the miraculous. Like the miraculous idea that you have the power and ability someday to save the first Massachusetts MLD child through newborn screening. (Question: Does she end here or is there more?) 

Dr. McAlmon thanked the guests who presented during the listening session.

Next Steps:
· The next NBSAC meeting is scheduled for Wednesday, October 29, 2025

Meeting Adjourned
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